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ADJOURN 218

PROCEEDINGS

DR. JOSEPH BOCCHINI: Well, good morning,
everyone. [1"d like to welcome you to the second
meeting of 2018 of the Advisory Committee on
Heritable Disorders in Newborns and Children.
So, 1"d like to begin by taking a roll call.

So, for day 1 -- Kamila Mistry will not
be here for day 1 but will be here tomorrow.

Mei1 Baker?

DR. MEI WANG BAKER: Here.

DR. JOSEPH A. BOCCHINI, JR.: Susan

Berry?
DR. SUSAN A. BERRY: Here.
DR. JOSEPH A. BOCCHINI, JR.: I™"m here.
Jeff Brosco?
DR. JEFFREY P. BROSCO: Here.
DR. JOSEPH A. BOCCHINI, JR.: Carla
Cuthbert?

DR. CARLA CUTHBERT: Here.
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DR. JOSEPH A. BOCCHINI, JR.: Kellie
Kelm?

DR. KELLIE B. KELM: Here.

DR. JOSEPH A. BOCCHINI, JR.: And then
the Health Resources Service Administration
alternate, Joan Scott?

MS. JOAN SCOTT: Here.

DR. JOSEPH A. BOCCHINI, JR.: Dieter
Matern?

DR. DIETRICH MATERN: Here.

DR. JOSEPH A. BOCCHINI, JR.: Cynthia
Powel 1?

DR. CYNTHIA M. POWELL: Here.

DR. JOSEPH A. BOCCHINI, JR.: Melissa
Parisi for National Institute of Health?

DR. MELISSA PARISI: Here.

DR. JOSEPH A. BOCCHINI, JR.: Annamarie
Saarinen?

MS. ANNAMARIE SAARINEN: Here.

DR. JOSEPH A. BOCCHINI, JR.: Scott
Shone?

DR. SCOTT M. SHONE: Here.
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DR. JOSEPH A. BOCCHINI, JR.: And Beth
Tarint will be 1n on webcast. Are you here yet?

(No audible response)

DR. JOSEPH A. BOCCHINI, JR.: She will be
here 1n a little while. She®"s running a little
bit late.

Cathy Wicklund?

MS. CATHERINE A. L. WICKLUND: Here.

DR. JOSEPH A. BOCCHINI, JR.: And then,
DFO Catharine Riley.

DR. CATHARINE RILEY: Here.

DR. JOSEPH A. BOCCHINI, JR.: For
organizational representatives -- American
Academy of Family Physicians, Robert Ostrander?

DR. ROBERT OSTRANDER: Here.

DR. JOSEPH A. BOCCHINI, JR.: American
Academy of Pediatrics, Debra Freedenberg?

DR. DEBRA FREEDENBERG: Here.

DR. JOSEPH A. BOCCHINI, JR.: American
College of Medical Genetics, Michael Watson?

DR. MICHAEL S. WATSON: Here.

DR. JOSEPH A. BOCCHINI, JR.: American
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College of Obstetricians and Gynecologists,
Britton Rink by webcast?

(No audible response)

DR. JOSEPH A. BOCCHINI, JR.: The
Association of Maternal and -- and Child Health
Programs, Jed Miller?

DR. JED MILLER: Here.

DR. JOSEPH A. BOCCHINI, JR.: And 1-d
like to introduce Dr. Miller. Jed i1s the new
Association of Maternal and Child Health Programs
representative. He serves on the Maryland
Department of Health Maternal and Child Health
Bureau as the Director of the Office for Genetics
and People with Special Health Care Needs.

Before joining the Maryland Department of
Health, Jed was a general pediatrician in private
practice and then an environmental health advisor
at the Maryland Department of the Environment.
Jed completed undergraduate work at the
University of Pittsburgh Medical School at UCLA,
a residency iIn pediatrics at the University of
Virginia, and public health training through the
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12

Johns Hopkins University. So, welcome to the
Committee.

I would like to thank Dr. Kate Tullis for
her important work over the years that she did as
the previous AMCHP organizational representative.

Next, Association of Public Health
Laboratories, Susan Tanksley?

DR. SUSAN M. TANKSLEY: Here.

DR. JOSEPH A. BOCCHINI, JR.: Association
of State and Territorial Health Officials, Chris
Kus, by webcast?

(No audible response)

DR. JOSEPH A. BOCCHINI, JR.: Department
of Defense, Adam Kanis, by webcast?

COL ADAM B. KANIS: Here.

DR. JOSEPH A. BOCCHINI, JR.: Genetic
Alliance, Jackie Seisman, substituting for
Natasha Bonhomme today.

MS. JACLYN SEISMAN: Here.

DR. JOSEPH A. BOCCHINI, JR.: March of
Dimes, Siobhan Dolan, by webcast?

(No audible response)
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DR. JOSEPH A. BOCCHINI, JR.: National
Society of Genetic Counselors, Cate Walsh
Vockley?

MS. CATE WALSH VOCKLEY: Here.

DR. JOSEPH A. BOCCHINI, JR.: And Society
of Inherited Metabolic Disorders, Carol Greene?

DR. CAROL GREENE: Here.

DR. JOSEPH A. BOCCHINI, JR.: 1 think
that"s everybody.

So, for the Society of Inherited
Metabolic Disorders, Dr. Shawn McCandless will
begin serving as the new organizational
representative from the society iIn August. |
will formally introduce him in August unless he
appears for part of the meeting today, and --

But, first, I want to thank Dr. Carol
Greene fTor her many years of service to this
Committee through her -- the multiple roles that
she has played, and especially for her many years
of service as the SIMD organizational
representative. She"s been an active member of

the Follow-up and Treatment and has contributed
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to much of the work that has been done here over
the years, including the recent report on medical
foods.

And so, Carol, we certainly value all of
your comments and all of your participation in
discussions and how you helped frame many of the
arguments and discussions that we have here. So,
thank you very much for your years of service.

(Applause)

DR. JOSEPH A. BOCCHINI, JR.: So, we now
have the approval of minutes. We have two sets
of minutes to approve, and apparently, we need to
approve them separately. So, we have received
some minor edits In the briefing book. The last
iteration that you received has the most recent
comments that were available at the time the --
the book was sent. There have been a few other,
minor edits, nothing of substance to add to the
minutes that we have received since this has come
out.

So, this i1s to approve the minutes as

they were -- were distributed for the November

OLENDER REPORTING, INC.
1100 Connecticut Avenue NW, #810, Washington, DC 20036
Washington: 202-898-1108 = Baltimore: 410-752-3376
Toll Free: 888-445-3376



10

11

12

13

14

15

16

17

18

19

20

21

22

2017 meeting. So, we"ll go in alphabetical
order. You vote to approve, yes or no.

Mer Baker?

DR. MElI WANG BAKER: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Susan

Berry?

DR. SUSAN A. BERRY: Yes.

DR. JOSEPH A. BOCCHINI, JR.: I vote to
approve.

Jeff Brosco?

DR. JEFFREY P. BROSCO: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Carla
Cuthbert?

DR. CARLA CUTHBERT: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Kellie
Kelm?

DR. KELLIE B. KELM: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Dieter
Matern?

DR. DIETRICH MATERN: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Melissa
Parisi?
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DR. MELISSA PARISI: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Cynthia
Powel 17?

DR. CYNTHIA M. POWELL: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Annamarie
Saarinen?

MS. ANNAMARIE SAARINEN: Yes.

DR. JOSEPH A. BOCCHINI, JR.: Joan Scott?

MS. JOAN SCOTT: Approve.

DR. JOSEPH A. BOCCHINI, JR.: Scott
Shone?

DR. SCOTT M. SHONE: Yes.

DR. JOSEPH A. BOCCHINI, JR.: And then,
Beth, have you made i1t onto the phone?

(No audible response)

DR. JOSEPH A. BOCCHINI, JR.: Catherine
Wicklund?

MS. CATHERINE A. L. WICKLUND: Yes.

DR. JOSEPH A. BOCCHINI, JR.: So, those
are approved.

The same for the February minutes. You

have the latest draft. There have been some
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minor edits, subsequent to that, submitted.

Me1l

DR.

DR.
Berry?

DR.

DR.

Baker?

MEI WANG BAKER: Yes.

JOSEPH A. BOCCHINI, JR.:

SUSAN A. BERRY: Yes.

JOSEPH A. BOCCHINI, JR.:

Jeff Brosco?

DR.

DR.
Cuthbert?

DR.

DR.
Kelm?

DR.

DR.
Matern?

DR.

DR.
Parisi?

DR.

DR.

JEFFREY P. BROSCO: Yes.
JOSEPH A. BOCCHINI, JR.:

CARLA CUTHBERT: Yes.

JOSEPH A. BOCCHINI, JR.:

KELLIE B. KELM: Yes.

JOSEPH A. BOCCHINI, JR.:

DIETRICH MATERN: Yes.

JOSEPH A. BOCCHINI, JR.:

MELISSA PARISI: Yes.

JOSEPH A. BOCCHINI, JR.:

OLENDER REPORTING, INC.

Susan

I approve.

Carla

Kellie

Dieter

Melissa

Cynthia
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Powel 17?
DR.
DR.
Saarinen?
MS.
DR.
MS.
DR.
Shone?
DR.
DR.
Wicklund?
MS.
DR.

CYNTHIA M. POWELL: Yes.
JOSEPH A. BOCCHINI, JR.:

ANNAMARIE SAARINEN: Yes.

JOSEPH A. BOCCHINI, JR.:
JOAN SCOTT: Yes.
JOSEPH A. BOCCHINI, JR.:

SCOTT M. SHONE: Yes.
JOSEPH A. BOCCHINI, JR.:

CATHERINE A. L. WICKLUND:

JOSEPH A. BOCCHINI, JR.:

are approved.

So, the next 1tem 1s Committee

correspondence.

Committee,

18

Annamarie

Joan Scott?

Scott

Cathy

Yes.

So, those

In March, on behalf of the

I sent a letter to the Secretary

regarding our recommendation to expand the

Recommended Uniform Screening Panel to include

the addition of spinal muscular atrophy due to

the homozygous deletion of exon 7 in SMN1. We

OLENDER REPORTING, INC.
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received an interim response from HHS iIndicating
that the letter was received and that we will
have a response within the 120 days that is
required by the Newborn Screening Saves Lives
Reauthorization Act of 2014. Both letters and
the full SMA evidence review report are now
available on the Committee"s website.

Next 1tem was the call for new members iIn
2018. The nominations call has now closed. We
have had a number of excellent submissions, and
these nominations are currently under review.

Next 1s the call for organization
representatives. Clearly, the Committee values
the expertise and i1nput from the organizational
representatives. HRSA will be putting out a call
for organizations interested In having a
representative attend Committee meetings. 1 want
to thank and, again, acknowledge the
organizations that have already expressed
interest In having an organizational
representative here at these meetings. Your

applications are all under review.
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Also want to announce that, as per
discussions that we"ve had at the last couple of
meetings, we would like to begin to revisit the
evidence review process, and 1In doing so, we will
establish a steering committee to begin that
process. It is very important that we
periodically review the processes that we have in
place for completion of evidence review and --
and continue to use the standards that have
evolved 1n the field of evidence review, as well
as the lessons that we"ve learned from past
iterations and subjects that we have reviewed.
And to tackle this effort, we will create the
steering committee, which will be comprised of
Committee members, HRSA staff, individuals from
the current Evidence Review Group, and experts
from the field of evidence-based medicine and
public health.

The charge will be to review the current
evidence-review process and decision-making
process so that we can think through how the

evidence review iIs actually being conducted, do

OLENDER REPORTING, INC.
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we need to make any changes in that evidence
review, how Is the decision matrix working, does
It need to be revised, and what would a process
look like for potentially nominating conditions
for removal from the RUSP. This has certainly
come up at a number of meetings, and -- and 1
think 1t"s time for the Committee to consider how
to address this issue.

So, this process will begin shortly, with
the hope that we will put together a meeting
coming up in early or late summer to begin to
really evaluate this process.

Dieter?

DR. DIETRICH MATERN: Dieter Matern. 1 -
- 1 appreciate that you"re moving forward with
that initiative. Does i1t also include a process
to up- or downgrade a condition that might be a
primary target and might should be a secondary
target and vice versa?

DR. JOSEPH A. BOCCHINI, JR.: Yes, that"s
a -- a good suggestion. Yes. Thank you. We"ll

make sure that"s i1ncluded.
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(Pause 1n proceedings)

DR. JOSEPH A. BOCCHINI, JR.: Back on.
Thank you. That"s my first failure to speak
loudly. Okay. So, assessing implementation of
new conditions --

One of the things that we would like to
do 1s -- 1s evaluate what we have done and how
things have been going overall with the
conditions that we have recently recommended that
were subsequently added to the RUSP. So, again,
1"11 be asking a few Committee members to help
work on this. This will be a retrospective look
on how implementation has gone, and as you can
see, some of the key things are listed here: Were
the estimated time frames accurate? What
barriers and challenges were encountered that we
did not foresee as a Committee or identify In the
-— In the review? And what have been the overall
clinic -- clinical and public health implications
of the new conditions that we have added to the
RUSP?

We"ve already heard some feedback about
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critical congenital heart disease and -- and
severe combined Immunodeficiency disorders, but
we should expand that and look at the more recent
conditions that have added different nuances in
terms of i1dentifying patients with a longer term
before onset of symptoms and -- and a variety of
different other, potential public health
implications.

So, the -- on the --

(Off-mic speaking)

DR. JOSEPH A. BOCCHINI, JR.: Yes.

DR. JEFFREY P. BROSCO: Jeff Brosco. Do
we explicitly consider things like ethical issues
that have arisen and/or economic issues, like
availability of treatment? Will that be
included?

DR. JOSEPH A. BOCCHINI, JR.: Correct,
that -- that -- Yes. And as we develop these
approaches, we"ll certainly want significant
input from the Committee. There will be members
of the Committee that will be helpful 1n framing

the specific gquestions that we need to ask and
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get answers to.

So, next meeting -- You can see here
that the August 02nd meeting will be held by
webinar, and then subsequent meeting dates have
been set up through 2020 and can be found on the
Committee"s website.

So, for today, we have on the agenda the
following i1tems: There"ll be a discussion of
newborn screening education and training tools
that have been brought forth by the Education
Training Workgroup. There®"ll be a presentation
on CDC quality assurance and harmonization
activities; discussion, subsequently, of cutoffs
and risk assessment In newborn screening; an
update on timeliness 1In newborn screening,
lessons learned from states; and discussion on
the assessment of the public health system impact
of adding conditions to the RUSP.

Tomorrow, we will have an update on the -
- on newborn screening pilot studies for GAMT
deficiency. We"ll have public comment, updates
from the Workgroup meetings that are being held
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this afternoon, and then discussion on the
current survey tools for the public health system
Impact assessment.

So, now I*d like to turn this over to
Catharine Riley, who will go over the DFO slides.
Catharine?

DR. CATHARINE RILEY: Thank you, Dr.
Bocchini, and good morning to everyone that"s
here with us i1n the room, and good morning to all
those that are joining us from various time zones
across the country via the webcast. So, thank
you for joining us today.

This Advisory Committee"s legislative
authority is found In the Newborn Screening Saves
Lives Reauthorization Act of 2014. This
legislation established the Committee and
provides the duties and scope of the work for the
Committee.

However, all Committee activities are
governed by the Federal Advisory Committee Act,
which sets the standards for the establishment,

utilization, and management of all federal
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advisory committees. As Committee members on a
federal advisory committee, you are subject to
the rules and regulations for all special
government employees.

So, 1 have some standard reminders to the
Committee that 1°d like to go over. | want to
remind the Committee members that, as a
Committee, you are advisory to the Secretary of
the Health and Human Services, not to Congress.
For anyone associated with the Committee or due
to your membership on the Committee, i1f you
receive iInquiries about the Committee or the
Committee®s work, please let Dr. Bocchini and
myself know prior to committing to an interview.

And 1 also want to remind Committee
members that you must recuse yourself from
participation in all particular matters likely to
affect the financial interests of any
organization with which you serve as an officer,
director, trustee, or general partner, unless you
are also an employee of the organization or
unless you have received a waiver from HHS

OLENDER REPORTING, INC.
1100 Connecticut Avenue NW, #810, Washington, DC 20036
Washington: 202-898-1108 = Baltimore: 410-752-3376
Toll Free: 888-445-3376



10

11

12

13

14

15

16

17

18

19

20

21

22

27

authorizing you to participate. When a vote is
scheduled or there is an activity proposed and
you have a question about a potential conflict of
interest, please let me know immediately.

So, per the Federal Advisory Committee
Act, all Committee meetings are open to the
public. If the public wishes to participate in
the discussion, the procedures for doing so are
published In the Federal Register with the
announcement of the meeting. The notice of the
meeting In the Federal Register for this meeting
indicated two options for public comment: a
request to make oral comments at the meeting,
which will be held tomorrow, from 10:15 to 10:45.
There was also the option to submit written
statements. We did not receive any written
statements for this meeting. So, any further
public participation will be at the discretion of
Dr. Bocchini as the Chair or myself as the DFO.

Any questions from Committee members
before proceeding?

(No audible response)
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DR. CATHARINE RILEY: Okay. Just a
little bit of logistics, then, for today and
tomorrow for having a meeting here In this
burlding. Visitors -- 1 want -- need to remind
all visitors that you only have access to the
pavilion, which 1s the meeting room that we"re
in, the cafeteria, restrooms, and then, 1f you
are going to participate In the meetings this
afternoon. All areas of the facility are
restricted and do require a HRSA staff member to
escort you. There are no exceptions for this.

IT you need to leave and reenter, you"ll
be required to go through security again and will
require a HRSA escort to meet you at the security
main entrance. For those who need to leave at
lunch, about 15 minutes before lunch concludes
and a little bit after our lunch break ends,
there will be HRSA escorts at the main entrance
In case people do need to leave and return for
lunch. For all other reentry needs, please find
a HRSA staff member or talk with one of the

registration folks at the registration table and
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let us know.

And then, just some other housekeeping 1is
just to remind folks that visitors are not
allowed to take any video or photography in the
building, and 1In case of emergency, you can exit
through the front doors, which is where you all
came In. There i1s a parking lot across the
street from the front entrance where folks that
are exiting from this floor all meet. In the
case of emergency, we want folks to exit quickly,
so you can -- you can leave your belongings here.

And that"s 1t. So, I want to turn it
back over to Dr. Bocchini to get started. Thank
you.

DR. JOSEPH A. BOCCHINI, JR.: Thank you.
Let"s see, Dr. Tarini, have you had a chance to
get on the webcast?

(No audible response)

DR. JOSEPH A. BOCCHINI, JR.: She has
not. Okay. Cathy? No?

MS. CATHERINE A. L. WICKLUND: 1 haven"t

-- 1 haven™t seen the slides. |1 could --
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DR. JOSEPH A. BOCCHINI, JR.: Okay.

MS. CATHERINE A. L. WICKLUND: -- try if
you"d like.

DR. JOSEPH A. BOCCHINI, JR.: You want?
Okay. So -- Yeah, Beth has a -- a -- a conflict
and was trying to get to the -- to the webcast as
soon as she could, so hopefully, she will break
in somewhere along the line. But, Cathy, i1f you
feel comfortable doing this --

Let me just give the background. The --
both Cathy and Beth are co-chairs of the
Education and Training Workgroup, and the plan
was to present two products that the Workgroup
has been working on, along with i1deas for ways to
disseminate the information. And this was --
these products were ready for presentation --
nearly ready in February, but our meeting was
truncated, and, as a result, we didn"t have the
opportunity to hear them.

But just as a refresher, the -- the --
the Committee provided guidance to the Workgroup,

in 2016, to look at development of two products.
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The first project was to create a tool that
provides PCPs with guidance and tips for
discussing out-of-range newborn screening results
with parents, and these were designed -- to be
designed to be an accompaniment to the ACT sheets
that are currently available. Project two was to
-- an educational outreach project to map
educational materials with dissemination to
target audiences that would be embedded them --
embedded within theilr resources. And so, the
goal here was to present the materials -- okay --
and then to see i1f the Committee can reach a
consensus that these tools are ready for
dissemination and then agree on -- or weigh In on
the dissemination plans and best use of these
tools.

So, Cathy, we"ll let you —--

MS. CATHERINE A. L. WICKLUND: Do you
want me to stay here?

DR. JOSEPH A. BOCCHINI, JR.: Your
choice. If you want --

MS. CATHERINE A. L. WICKLUND: Stay,
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yeah.

DR. JOSEPH A. BOCCHINI, JR.: You"ll
stay, okay.

(Off-mic speaking)

DR. JOSEPH A. BOCCHINI, JR.: All right.

FEMALE SPEAKER: Turn on your mic.

MS. CATHERINE A. L. WICKLUND: AIll right,
you guys. All right. 1 -- the work -- this 1s
our overall Workgroup charge, you guys, and,
basically, our charge i1s to review existing
educational and training resources, identify
gaps, and make recommendations. And our
stakeholders are pretty broad, anywhere from
health professionals, parents, screening program
staff, hospital birthing facilities, and the
public, and 1 think we"ve also thrown in, like,
legislators and that kind of thing, as well, 1In
this group.

And the next slide. So, this i1s the —-
Okay, the next slide. And Cate can -- Cate led
the effort on this, so i1f you -- Cate, 1f | leave
something out, please chime in. But this was the
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more guidance to different stakeholders when
they"re creating education materials about
newborn screening. So, 1If you guys remember,
this 1s what we were initially, kind of, calling
the matrix or educational matrix. So, this was
not just to be used by newborn screening
programs. It actually could be utilized by many
different stakeholders.

Next slide. So, 1If you guys remember, it
was an actual grid that basically, iIn each of the
columns, listed different content areas of
newborn screening and different educational
components, and then the stakeholders were
listed, as well. So, you could find yourself as
the stakeholder, and then, across the grid, it
would basically say which educational components
should be included in the different educational
materials that you might be creating. And,
obviously, 1t can be used like an Index and was
specific to each stakeholder.

Next slide. So, basically, i1t is
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designed to help people -- and -- well, let me
say this, too. This was also based on
educational theory -- Right, Cate? -- In how to
create educational materials. So, there was some
basis 1n how this tool was created, and, really,
we really brainstormed a lot about trying to
include all the different stakeholders and really
thinking about, from that perspective, what kind
of information they would need to know about
newborn screening.

Next slide. So, apparently, there was
blood, sweat, and tears involved, really.

(Laughter)

(Off-mic speaking)

MS. CATHERINE A. L. WICKLUND: Wow, was
there fighting, blood? Okay. 1°m glad I was on
the other group.

So, there were a lot of different
revisions by a small group -- workgroup of the
E&T members, and, also, this came to the full
Committee several times for input, as well. It

was also reviewed by different stakeholder
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groups. There was, | think, a meeting that was
hosted by the Genetic Alliance that i1t was taken
to and presented to different stakeholders and
gotten feedback iIn that way. So, there was a lot
of 1nput from external people, as well. And
also, 1T you guys remember, this was reviewed by
the Committee members, as well.

Next slide. So, again, the intended
users of this are public, families, programmatic
people, legislative providers. You know, we
really tried to be comprehensive about this.

Next slide. And this is what I -- Cate,
maybe you can chime 1In here, because I"m not as
familiar with what you guys came up with the
dissemination plan. 1t looks like they"re going
to, obviously, house on the Committee"s website
and the clearing house, and others will be able
to link to 1t. There was discussion about a
publishable manuscript or white paper. Also, the
APHL webinar NewSTEPS listserv, and then probably
linking with other professional societies and
organizations. So, for instance, NSGC would be a

OLENDER REPORTING, INC.
1100 Connecticut Avenue NW, #810, Washington, DC 20036
Washington: 202-898-1108 = Baltimore: 410-752-3376
Toll Free: 888-445-3376



10

11

12

13

14

15

16

17

18

19

20

21

22

36

good one. |If a genetic counselor was going to be
creating educational material, they could use
that, as well.

And, Cate, do you want to add anything
into that?

MS. CATE WALSH VOCKLEY: Yeah, 1 think
one of the things we want to do, particularly iIn
terms of the publishable manuscript, is to
provide a little bit more explication of what the
different content areas are, what we were
thinking, because as we had stakeholders review
iIt, we did get a little bit of feedback that made
It clear that there was a little bit of -- of
difference 1In the way some people interpreted the
content areas. So, | think that"s one area where
we do want to provide some clarification.

MS. CATHERINE A. L. WICKLUND: That makes
sense. Thank you.

Next slide. Any questions at this point?
Do you want me to take any questions about the
actual education guide?

DR. JOSEPH A. BOCCHINI, JR.: Yeah, let"s
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see 1T there®s any gquestion or -- any questions
or comments or feedback to what Cathy has just
presented.

MS. CATHERINE A. L. WICKLUND: And 1 know
-- oh, go ahead -- there®"s a fTinal version that"s
in the briefing book; 1s that correct?

DR. JOSEPH A. BOCCHINI, JR.: Correct.

MS. CATHERINE A. L. WICKLUND: Okay.

DR. JOSEPH A. BOCCHINI, JR.: All right.
Scott? Okay.

DR. SCOTT M. SHONE: Scott Shone. |1
think 1t would be great -- In the dissemination
plan, when you talk about organizations, | think
it would be great -- I mean, obviously, the
organizations who are represented on this
Committee should -- should make this a priority,
as well, 1f the -- as we go through and the
Committee decides this i1s forthcoming that -- 1
mean, that they, not just the NSGC but everybody
in general that"s sitting back behind us, as
well. So, that would be my suggestion.

MS. CATHERINE A. L. WICKLUND: And --
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Agree, and that was one of the things with the
communication guide. We, kind of, made sure we
listed out every single liaison that we have on
this Committee, and one thing we talked about,
too, was being cognizant of presenting both of
these to the organizations at the same time to be
able to talk about the communication guide and
the education tool, so that we can think about
the ways to disseminate those with each
professional organization. And some might be
more relevant for others. 1 think this -- the
education guide i1s fairly relevant for all --
almost all of the different professional
societies, where the communication guide, maybe,
IS not, so.

DR. JOSEPH A. BOCCHINI, JR.: All right.
Jeff?

DR. JEFFREY P. BROSCO: One other thing
to -- to think about, In terms of dissemination,
iIs how to build this iInto practice. So, for
example, 1n -- i1n Florida, we recently -- our
email, just -- and our newborn screening advisory
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group said, you know, there"s still some kids who
are getting diagnosed with SCID who are getting
vaccines, so we should really, you know, educate
all the pediatricians. And what we ended up
doing 1s connecting our newborn screening lab
with our Florida SHOTS Registry for vaccines, soO
that as a child®s record pops up, there"s a
banner that says, "This child has been diagnosed
with SCID; please be cautious,'™ and, you know,
talk about the vaccines.

So, thinking about ways that can be built
into the electronic medical record or something,
so there®"s just-in-time information, may --

MS. CATHERINE A. L. WICKLUND: Yeah.

DR. JEFFREY P. BROSCO: -- be very
helpful, as well.

MS. CATHERINE A. L. WICKLUND: That would
be great. And I think, too, when we think about
dissemination, this 1s our biggest challenge.

And we know that a lot of the stuff that we
create ends up sitting on some website that

doesn"t get utilized. And so, | do think having
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a discussion with not just organizations that we
might partner with but really thinking about how
that"s going to take i1t to the next step and --
like clinical decision support, right. 1 mean,
iIT ——- 1T —- especially like this -- this
communication guide could be, actually, somehow
pop up with an abnormal newborn screen for that
provider. That would be pretty amazing. |1 also
know, working, myself, with our own EHR, and
getting clinical decision support tools and
practice are -- are pretty difficult, but that"s
something that we could think about. | think
that"s a good -- good suggestion.

DR. JOSEPH A. BOCCHINI, JR.: Other
questions or comments from Committee,
organizational representatives?

Yes, Jackie.

MS. JACLYN SEISMAN: Hi, Jackie Seisman,
Genetic Alliance. Similar to the comment about
building 1t Into your practice, are there any
plans or opportunities for the Committee to

validate these tools or track 1t In any way?
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MS. CATHERINE A. L. WICKLUND: We have
not had that discussion, but 1 think that"s a
good one to have, and we should think about that
today on our E&T Workgroup, which you®"ll be
attending, won"t you?

(Laughter)

MS. CATHERINE A. L. WICKLUND: Jackie can
spearhead that initiative.

DR. JOSEPH A. BOCCHINI, JR.: Great.
Joan? Oh. Cate.

MS. CATE WALSH VOCKLEY: We did, in the
small workgroup, have some discussions about
validation of the education tool. We first had
the stakeholders all look at i1t and provide
feedback 1n terms of whether or not they thought
we had done a comprehensive job, but we looked
at, you know, people utilizing the tool and
coming back to us and saying how valuable or not
or can it be modified to make i1t a better tool.
Who that might be 1Is a question because i1t could
be all the stakeholders that could utilize 1t.

I know 1"ve had some feedback. Aaron and
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I were on a call -- Aaron Goldenberg and I were
on a call where there was some interest from some
of the states in providing some validation of the
tool. So, I think we can probably generate
interest to get feedback. Particularly 1T we"re
going to publish something, 1t might be nice to
have some validation component for our
publication.

MS. CATHERINE A. L. WICKLUND: And,
actually, Aaron, I don"t know 1f I can put you on
the spot, but 1 believe that you had, perhaps, a
graduate student who was, kind of, testing out
this product, as well. 1Is that correct?

DR. AARON GOLDENBERG: Sure. Yes.

(Laughter)

(Off-mic speaking)

DR. AARON GOLDENBERG: So --

DR. CATHARINE RILEY: Sorry, this is
Catharine, the DFO. If there®"s going to be a
person In the -- Yeah, there we go. And 1f you
can state your name, as well? Thanks, Aaron.

DR. AARON GOLDENBERG: Sure. Aaron
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Goldenberg from Case Western Reserve University
in Cleveland. Yeah, so | have a genetic
counseling student who"s about to graduate, who
iIs completing a study where she used -- utilized
the content that was publicly available that was
presented to this Committee last year -- so, it
was all things that are publicly available --
used the content areas that we put into the -- at
that time, 1t was called the matrix, and then did
an analysis across all -- well, she did 52
programs, because she included Puerto Rico, and
she i1ncluded District of Columbia, where she
looked at the content areas, she looked at
readability and literacy, and she looked at user
friendliness. And the hope would be that we can
try to have her present her findings at, maybe,
one of the E&T Workgroup calls or something like
that. But i1t -- so, 1t may not reflect the final
version, but i1t reflected what was publicly
available.

So, pretty far along our process In terms
of content and found really iInteresting data
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about how well states -- She basically analyzed
all state education materials across all these
programs that were publicly available,
validating, using these questions. And so, it
really 1s as up-to-date as -- as publicly
possible. And so, we would -- we would -- 1
think she would love to be able to share that
data with the Committee. | think 1t would be
very interesting for the Committee to see i1t, so.

MS. CATHERINE A. L. WICKLUND: Yeah, |
think I -- I can say that, definitely, there was
a lot more conversation about validation,
obviously, In your group, and 1 don"t think we
talked as much about it In the communication
guide. I"m not sure how -- I"ve had to think a
lot about how to validate that communication
guide, and maybe somebody else has some more
expertise In that area.

So, should we go ahead and talk about
that piece?

DR. JOSEPH A. BOCCHINI, JR.: Right. We

do understand Beth has made it to the webinar,
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but before we move on, Carol?

DR. CAROL GREENE: Hi, Carol Greene,
SIMD. I apologize 1f I got really lost or
confused, but I -- I -- I"m trying to track the
connection between the educational resource and
the point that was made about SCID patients iIn
Florida getting vaccines they shouldn®t get. And
I —— I"m not sure 1T we"re then working on a tool
that 1s 1nvolved, somehow, iIn medical practice
after the screen. |1 just didn"t see the
connection, and 1t made me guestion whether |1
understood the whole discussion. Sorry.

DR. JEFFREY P. BROSCO: This i1s Jeff
Brosco. So, thank you for the question. So,
what 1 meant i1s the just-in-time information
1dea. So, say you"re working In your electronic
medical record, and you now are seeing a child
with a cold, and this child has one of the
newborn screening conditions. |If your electronic
health record were able to have a banner that
says, "'Here"s more information; here"s how you
talk to the family," the information would be
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available at that moment, when you needed it.
You wouldn®"t have to rely on having seen
something, heard something, In your previous
education.

So, the point was about just-in-time
education, and the point that I made about the
SCID one was, they talked about what we should
try to educate every pediatrician about not
vaccinating children who have immune disorders.
That"s thousands of pediatricians in Florida,
very few children with immune disorders. If you
can get the information In a way that happens at
the moment you"re about to do something or about
to vaccinate a child, here®"s iInformation you
need. So, that was the point. | hope that makes
sense.

MS. CATHERINE A. L. WICKLUND: Yeah, and
let me just see i1if | can clarify this. That
iIsn"t something -- the actual educational guide
IS not something that would be linked to just-in-
time education, because that i1s actually the tool

that"s being utilized to create the education,
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and 1 think that"s where you"re getting -- maybe
getting -- Yes? Correct?

(No audible response)

MS. CATHERINE A. L. WICKLUND: I think
you might be talking a little bit more about the
communication guide? Yes. So, does that help
with the clarification?

(Off-mic speaking)

MS. JOAN SCOTT: I -- Joan Scott. Maybe
the clarification i1s that the intent of the tool
that you just talked about i1s general education
about newborn screening before i1t happens and,
maybe, generally, what happens i1f you get an
abnormal result. The i1ntent was not to provide
condition-specific information about the
conditions that are being screened. Am -- am |
correct about that?

MS. CATHERINE A. L. WICKLUND: Okay.
There"s -- Okay, so, remember, we have the
educational tool, which 1s a tool that i1f you
were going to create an educational brochure, a

video, or whatever you want, you"re utilizing
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that to help you determine the content that"s
included 1n that tool. Okay? So, that"s one
type, and the dissemination of that i1s going to
look differently. The -- the target audience
would be iIndividuals who are actually creating
the educational content. Does that -- Okay?

MS. JOAN SCOTT: The communication --

MS. CATHERINE A. L. WICKLUND: Which
could cover a wide range of topics, absolutely.
And i1t —- 1t could -- all different areas of
newborn screening. Okay?

The communication guide, which we have
not talked about yet, i1s for providers who are in
the trenches, who are talking to parents about an
abnormal newborn screen, and that would be iIn --
it —- and what you"re saying, Joan, 1S right,
about this. This i1s very -- 1t"s supposed to be
broad and not condition specific at all. Right?
The -- the communication guide is. Does that
help clarify? And, 1 think, Jeff, your talk to
dissemination was about the communication guide,

not so much about the educational tool.

OLENDER REPORTING, INC.
1100 Connecticut Avenue NW, #810, Washington, DC 20036
Washington: 202-898-1108 = Baltimore: 410-752-3376
Toll Free: 888-445-3376



10

11

12

13

14

15

16

17

18

19

20

21

22

49

DR. JEFFREY P. BROSCO: Correct.

MS. CATHERINE A. L. WICKLUND: Right.
Carol, does that help?

DR. CAROL GREENE: It -- 1t -- 1t does
help, and -- Oh, Carol Greene, SIMD. It -- 1t -
- 1t —— 1t —- 1t does help, and, also, the
abnormal newborn screening communication guide 1is
not condition specific, but 1t"s an alert. But
it wouldn"t be an alert for a baby with a
diagnosis; i1t"s an alert about a baby with a
positive screen. And once you have a diagnosis,
then you®"re going to go back to depending on
whatever i1s the outcome of the first, which would
be education that would be out there about the
diseases.

DR. BETH TARINI: This is Beth. Can you
hear me 1n the -- Can you hear me in the
webinar?

DR. CAROL GREENE: That -- or at least,
that was my understanding.

DR. JOSEPH A. BOCCHINI, JR.: Yeah, we

can --
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MS. CATHERINE A. L. WICKLUND: Yeah.

DR. JOSEPH A. BOCCHINI, JR.: We can hear
you, Beth.

DR. BETH TARINI: 1Is there some way 1In
which -- 1 know we"ve been presenting these
multiple times at these meetings. Is there a way
In which we can clarify what"s going on to help
the Committee and the liaisons understand the
goals of each of these?

For instance, would it help, Carol, 1f we
called 1t a out-of-range newborn screening
communication guide, therefore immediately
identifying 1t as not a discussion about the
positives? And would 1t help 1f we called the
educational matrix a resource to burlding
educational tools for newborn screening
stakeholders and made i1t a very specific, long
title that would guide the understanding?

DR. CAROL GREENE: So -- so, this i1s
Carol Greene, SIMD, and 1 think I understood it
with the current title, and I think you would

have to ask Jeff --
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MS. CATHERINE A. L. WICKLUND: Yes, let"s

-- You guys --
DR. CAROL GREENE: -- because 1 think --
MS. CATHERINE A. L. WICKLUND: -- 1 think

we need to --

DR. CAROL GREENE: 1I"m sorry.

MS. CATHERINE A. L. WICKLUND: 1I1"m going
to stop this. 1"m going to stop. |[I"m doing 1t,
guys. I"m just doing i1t, okay, because 1 think
that this is getting beyond the scope of -- and |
think there®"s just miscommunication and confusion
that 1s not helping us move forward. So, I"m
going to stop, and we"re going to move forward
with the communication guide.

Beth, do you want me to continue on, or
do you want to jump in and take --

DR. BETH TARINI: You -- I1"m fine with -
- 1"m fine with either since 1t -- but since
you"re more familiar with 1t, 1t might better for
you.

MS. CATHERINE A. L. WICKLUND: Okay, I1°11

just keep going. All right. Next slide. Let"s
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get through this, too. That might help. Okay,
this was -- The goal of this project was to
create a guide that would help clinicians who are
In the trenches discuss the i1nitial notification
and discussion of out-of-range results with
parents about newborn screening results. And 1f
you guys remember, this was also going back to
the work that Natasha and Carol -- right? —- |
think you did with some focus groups with parents
who expressed dissatisfaction about the initial
notification discussion.

Next slide. So, we -- 1t was really
about how to communicate, not exactly what to
communicate. There i1s a little bit of "what" iIn
there, but we tried to be brief. We buirlt upon
the family focus group work that i1t"s already
conducted. We were trying to utilize known and
studied protocol for providing high-anxiety news.
We also had i1t reviewed by a communication health
expert, with their input, as well, and so there
were several different -- And we -- yes, i1t was
really important to be bulleted, to the point,
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fitting on one page, that, hopefully, a provider
would actually utilize iIn their practice.

Next slide. So, remember, the goal of
this 1s to help clinicians to fulfill the
following objectives: discussing the results and
relevant medical information, gathering
information from the family regarding
understanding, providing support to the family,
and collaborating with the family iIn developing a
follow-up plan.

Next slide. Oh, apparently, we had
blood, sweat, and tears, too. Wow. All right.
But there was -- maybe Amy can chime i1n there.
So, there were a lot of revisions, and we got
feedback from the committee, from the E&T
committee. We also got feedback from the entire
Advisory Committee on this, and we model i1t after
the SPIKES protocol for delivering unfavorable
information, and, also, genetic counseling core
skills and tenets were utilized, as well.

Next slide. So, the iIntended users are

pretty much anybody who is going to talk about
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initial notification of out-of-range newborn
screening results to families, and, also, the
state newborn screening programs could also
disseminate to their providers and/or i1f programs
need to directly notify families themselves.

Next slide. So, this was just our
initial, kind of, brainstorming, dissemination
plan. We had a call, I think, within the last
month to really think about all of the different
organizations we could work with, and that was
listing all of the liaisons here, present iIn the
room, that we thought we could potentially work
with. You can see, like, different people that
we, kind of, came up with and ours really is to
get 1t to the providers, and | think, again,
Jeff, your comment about having just-in-time
information i1s probably where this would fall
into 1t as opposed to the other tool, just to,
again, clarify.

Next slide. Oh, so that"s 1t. So, any
questions about the communication guide?

DR. JOSEPH A. BOCCHINI, JR.: Carol.
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DR. CAROL GREENE: Carol Greene, SIMD.
No questions, just, thank you. It"s something
that I know, Natasha and Beth, on the phone,
we"ve been looking for something like this for a
long time, and 1t"s deeply appreciated. |1 hope
It gets used.

DR. JOSEPH A. BOCCHINI, JR.: Yeah, I
agree. It"s been really fun watching these
evolve to the products that you"ve created. So,
I think that"s great.

Mer --

DR. MEl WANG BAKER: I have a --

55

DR. JOSEPH A. BOCCHINI, JR.: -- and then
Joan.

DR. MElI WANG BAKER: Mei Baker from
Wisconsin. | have a -- Committee member. 1 have

a quick question in terms of this communication

guide. Is anything different than the ACT sheet?

MS. CATHERINE A. L. WICKLUND: Yeah,
we"ve -- and we"ve talked about that. The ACT
sheets are condition specific, and they don"t
have anything about how they actually
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communicate. So, this 1s very different.

MS. JOAN SCOTT: So, I was going to ask a
similar question. Will there be links to -- So,
for providers who are thinking --

MS. CATHERINE A. L. WICKLUND: Yes.

MS. JOAN SCOTT: -- about how to report
these results but then the specific condition
information.

MS. CATHERINE A. L. WICKLUND: What we"re
going to try to do i1s work with ACMG to have a
link -- Again, so the ACT sheet would have a
link, then, to the communication guide, as well.

DR. JOSEPH A. BOCCHINI, JR.: AIll right,
other questions, comments?

(No audible response)

DR. JOSEPH A. BOCCHINI, JR.: Beth, do
you have anything to add?

DR. BETH TARINI: No.

DR. JOSEPH A. BOCCHINI, JR.: Okay, go
right ahead.

MS. CATHERINE A. L. WICKLUND: All right.
Good. I --
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DR. JOSEPH A. BOCCHINI, JR.: So --

MS. CATHERINE A. L. WICKLUND: -- just
want to thank all the people that worked on this,
too. Cate and Amy and Jeremy, the ones who led
the two groups, did an amazing job with this, so
I want to just make sure they"re recognized for
all their hard work.

FEMALE SPEAKER: 1Is 1t their blood,
sweat, and tears?

MS. CATHERINE A. L. WICKLUND: Yes, it"s
their blood, sweat, and tears, exactly. Exactly.

(Laughter)

DR. JOSEPH A. BOCCHINI, JR.: Now we"ve
identiftied the blood, sweat, and tears group.

So, from the Committee, do we have consensus to
have these two products moved forward in the --
In the ways that have been presented for
dissemination and then do our best to try and get
these In -- Into the -- as many hands as possible
to help spread the information about what®s
needed for education for newborn screening by

different groups, as well as how to communicate a
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out-of-range result? General agreement?

(No audible response)

DR. JOSEPH A. BOCCHINI, JR.: Okay.
Scott.

DR. SCOTT M. SHONE: Scott Shone. 1
would just like to feed back on the comment about
validation. 1 think 1f we"re going to say yes,
we push this forward, we also agree that, at a
certain point in the future, that we agree that
we"re going to come back to this and say, How did
we do? Otherwise, like we said, 1t"s in the —-
the pantheon of educational efforts that haven"t
-- haven®t been given enough time, not because --
The efforts are there, obviously, but that unless
we commit to A)using them and B) evaluating, then
-- then this was, again, a wasted effort, and 1t
shouldn™t be, because this i1s -- this was an
unbelievable amount of effort that went into
this, so.

DR. BETH TARINI: This i1s Beth Tarini. 1
-- 1 echo Scott"s comment and feel that all of

the projects from all of the Workgroups have an
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educational component to them. And so, all -- we
should be doing this across the board.

DR. JOSEPH A. BOCCHINI, JR.: Susan?

DR. SUSAN M. TANKSLEY: So, one of the
elements they described i1n there is the MOC 4
activity. One of the things we"re trying to
build 1nto that is some evaluation -- 1 mean, the
MOC 4 by i1tself, intrinsically, causes the
practitioner to do a self-evaluation but allows
us to gather information about how things have
changed 1n their practice and outcomes compared
to -- So, there -- there"s an element that, by
using i1t in that way, will help us have some
initial information.

It"s tied to our -- our Midwest Genetics
Network. That"s undergone a lot of quality
assurance activities, as well. So, we"re kind of
putting those two activities together. So, we"ll
look forward to seeing how that turns out and
sharing that with the group.

DR. JOSEPH A. BOCCHINI, JR.: Great.
Me1?
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DR. MEI WANG BAKER: 1 just have a --
Mer Baker, Committee member. | have a general,
quick comment regarding these two tools, because
the Workgroup already had planned to do the peer
review, the publication. | personally feel
that"s a very important step because that will be
easier for other organizations adopt 1t and
promote i1t because i1t has been fully reviewed. |
think you do the validation, then the -- 1 hope
we" 1l see the publication.

DR. JOSEPH A. BOCCHINI, JR.: Melissa?

DR. MELISSA PARISI: So, just a question
about the MOC, so the maintenance of
certification requirements that physicians need
to retain. So, are you saying, Sue, that this is
something that might be i1ncorporated into
national board-type-related MOC activities?
Because that would be one really very important
way to potentially disseminate this, at least to
physician providers such as pediatricians.

DR. SUSAN A. BERRY: This i1s Sue Berry.

The 1dea 1s, i1s that the project that we"re
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putting together for our initial MOC 4 is
learning module about giving back newborn
screening results. There"ll be three modules,
one about -- generally, about newborn screening,
a second one about giving back positive results,
either positive or borderline, and then making
sure that the negative results are conveyed, also
describing why. The communications guide 1s
something we hope to Incorporate into the
learning module that goes with the giving back
results, so that we can disseminate i1t that way.

And, yes, the -- the i1dea i1s that i1t"s
initially going to -- we"re going to work first
with the ABP, because that"s, sort of, kind of,
how you start with things. We"re hoping to be
able to have the overall module credentialed, so
that 1t can be used more broadly by providers
beyond pediatricians, as well.

DR. JOSEPH A. BOCCHINI, JR.: Deb?
Debbie?

DR. DEBRA FREEDENBERG: Debbie

Freedenberg, | guess American Academy of
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Pediatrics. So, all physicians who are current
are required to maintain their certification,
and, with them, there are continuing education
modules, and this would be one of an offering iIn
which the pediatricia